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PE®EPAT

Junnomnaa padoma. Comatuueckas wyTanus reHa jak2v6l17f mpu
MuenonpoarQepaTuBHbIX 3a0oneBanusax: 47 crtpanuua, 14 pucyHkos, 7/ Tabnuua,
34 ucToYHHKA.

XpoHuyeckue — muenonpoiudepaTuBHble  3a00€BaHMS,  MEPBUYHBIN
MuenoGuoOpo3, HCTUHHAS TOJIUIIUTEMUS, ICCEHIIMANIbHAS TpoMOorTemusi, jak-stat
CUTHAJIBHBIA IyTh, MyTarus jak2v617f, amrens-crienuduueckas monmMepasHas
LEIHAas peakiys, NoJUMepa3Has LIeTHas PEaKIHs B peKUME PEATbHOTO BPEMEHH.

Oovexkm uccnedosanun’. odpasusl JJHK nanueHToB HampaBieHHBIX B ['Y
«PecnyOnukaHCKuil ~ HAyYHO-TIPAKTUYECKUM  LIEHTP  JETCKOM  OHKOJIOTHH,
reMaToJIOTHH U UMMYHOJIOTHI [T JUarHocTuku myrtanuu JAK2V617F.

Ilenv ounnommuoit padbomel. onpencieHUEe TUATHOCTUYECKON 3HAYMMOCTH
nByX MeTonoB nuarHocTuku mytaruu JAK2V617F (PT-IIIP u AC-IIIP) u
BBISIBJICHHE KIMHUKO-TA0OPATOPHBIX OCOOEHHOCTEH Yy TAaIMeHTOB C JaHHOU
MyTalAEH.

Ilonyuennsvie pezynomamel u ux Hnoeusna. IlpoBeneHo uccienoOBaHHE
JUArHOCTHYECKON 3HAYMMOCTH JIBYX METOJ0B omnpeneieHus mytanun JAK2V617F
- TIONUMEPA3HOM LIETHON pEeaKIUuud B PEKUME PEATbHOTO BPEMEHU U alljielib-
cneruduueckor [MHP. YysctButensnocts metoga PT-TILP coctaBuna 100%, a
metoma AC-IIIP — 85%. Cnemmuduuanocts mist PT-ITLP Osina paBaa 100%, Torma
kak st AC-IILP ona coctaBuna 74%. Takum obpazom, Oosiee 4yBCTBUTEIHHBIM
MeToaoM nauarHocTuku mytanun JAK2V617F Opu1 MeToa moiuMepasHoW MemHON
peakuuu B pEXHME pPeaJbHOr0 BPEMEHH, KOTOPBIM M HMCHOJB3yeTCs ceiuac B
KIMHUKO-Ta00poTOpHOM npakTuke LleHTpa.

Myranus JAK2V617F BeisBiena y/73,6% mnanueHTOB, HANpaBiICHHBIX Ha
oOcienoBaHMEe €  KIMHUKO-Ta0OpaTOPHBIMM  MPU3HAKAMU  XPOHHYECKOTO
MUENIONpoIr(epaTuBHOrO 3a0oneBanuss. MyTaiusi 3HaUMMO dYalle BCTpedanach y
narmenToB ctapme 50 ser (p=0,039). He Obuto 3HAYMMBIX pa3nuuMii B 4acCTOTE
BCTPEUAEMOCTH MYTAllUU y MAlMEHTOB >XeHCKoro mnoisa (77,3%) u y maiueHToB
My:xkckoro noia (71%) (p=0,335).

U3 tpex Hozonoruueckux rpynn (T, UIL, IIM®) muenonponudepaTuBHbIX
3a00JIeBaHUN CTAaTHUCTUYECKUE PA3INYMs UMENl YPOBEHb TPOMOOIIUTOB Yy OOJIBHBIX
OT ( p>0,05), 4TO CBS3aHO C TATOTEHETUYECKUMH OCOOCHHOCTSMU JTOTO
3a00JeBaHuUA.

Oonacmo npumenenua’ JITaHHBIE UCIIOJIB3YIOTCS B HAYYHO-IIPUKTUYECKUX U
MEAMIIMHCKHUX LEISX.



ABSTRACT

Graduate work: Somatic mutation of the jak2v61l7f gene in
myeloproliferative diseases: 47 pages, 14 figures, 7 table, 34 sources.

Chronic myeloproliferative diseases, primary myelofibrosis, polycythemia
vera, essential thrombocythemia, jak-stat signaling pathway, mutation jak2v617f,
allele-specific polymerase chain reaction, real-time polymerase chain reaction.

Object of study: DNA samples of patients referred to the State Institution
"Republican Scientific and Practical Center for Pediatric Oncology, Hematology
and Immunology" for the diagnosis of the JAK2V617F mutation.

The purpose of the graduate work : to determine the diagnostic value of the
two methods for the diagnosis of mutations JAK2V617F (RT-PCR and AC-PCR)
and the identification of clinical and laboratory features in patients with this
mutation.

The results and their novelty. A study of the diagnostic significance of two
methods for determining the mutation of JAK2V617F, a real-time polymerase
chain reaction and allele-specific PCR, was carried out. The sensitivity of the RT-
PCR method was 100%, and that of the AU-PCR method - 85%. The specificity
for RT-PCR was 100%, while for AC-PCR it was 74%. Thus, a more sensitive
method for diagnosing a JAK2V617F mutation was the real-time polymerase chain
reaction method, which is now used in the clinical laboratory practice of the
Center.

The mutation JAK2V617F was detected in 73.6% of patients referred for
examination with clinical and laboratory signs of chronic myeloproliferative
disease. Mutation was significantly more common in patients older than 50 years
(p = 0.039). There were no significant differences in the frequency of mutations in
female patients (77.3%) and in male patients (71%) (p = 0.335).

Of the three nosological groups (ET, PI, PMF) of myeloproliferative
diseases, there were statistical differences in the level of platelets in patients with
ET (p> 0.05), which is associated with the pathogenetic features of this disease.

Application area: the data is used for scientific and medical purposes.



POD®EPAT

Avinnomnan padoma:. CamarbiuHas wyTanbia reHa jak2v617f mper
MienanpanigepaTblyHbIX 3aXBOpBaHHAX: 47 cTapoHki, 14 mamonkay, / Tabmin, 34
KPBIHILI.

XpaniuHbls MienanpanidepaTslyHbIs 3aXBOpPBaHHI, MepIIacHbl Mienadiopos,
npaya3iBasg MaJiliThIMIif, JCOHIbIAHAS TpamOanbIThiMisl, jak-stat CirHaJIbHBI
nusix,mytaneis  jak2vel7f, anemp-crenpipiuHas mamiMepasHyr  JIAHIYTOBas
PRaKIIbIA, TATIMEPa3HYIO JIAHIYTOBasl PIAKIIbIS ¥ PI’KbIME prasibHara yacy.

Ab'ekm oacnedasannsa: Y3zoppl JIHK mnanpientay HakipaBaHeix y [Y
«Pacmy0OnikaHCKl HaBYKOBa-NMPAKThIUHBI IPHTP A31LA4Yail aHKalorii, reMartaiorii i
IMyHAJIOT11» JAJIsl ABIITHOCTBIKI MyTanbll JAK2V617F.

M>ma ovinnomnaii padomel. BbI3HAUSHHE JBIATHACTHIYHAN 3HAYHACLI JIBYX
metanay apiarHocThiki MyTanbli JAK2V617F (PU-TILP 1 AC-IILP) 1 BeIsyieHHe
KJIiHIKa-71a0apaTopHbIX acabmiBaclsty ¥ manpleHTay 3 Aaa3eHail MyTalblsil.

Ampoimanvia  ewviniki i ix Hagi3na. llpaBenseHa  jgacieaBaHHE
JBIATHACTBIYHAM 3Ha4YHAcCIl ABYX MeTajay BbI3HaudHHS MyTansli JAK2V617F -
najxiMepasHail JIaHIyroBail piakipll Y pPIKbIME pdIajJbHara yacy 1 alessy-
cunenpipiynait [1IIP. AguyBansnacup metaxy PU-TIILP ckmama 100%, a mertamy
AC-IIHP - 85%. Creusidiunacup ans PU-TILP 6sa poyuas 100%, Tans! sk 1is
AC-IIIIP sna ckmana 74%. TakiM uyblHaM, OOJBIN aq9yBabHBIM METajlaM
IeISITHOCTRIKI  MyTareli JAK2V617F Obly meTan manmiMepasHal JaHITyTrOBan
pRaKIbpll ¥ pIKbIME pIajbHara yacy, siKi 1 BhIKApBICTOYBaellla LAnep y KiiHiKa-
71a00pOoTOpHOM MpakThILb LIPHTpa.

Myraupist JAK2V617F Boisynena y 73,6% mnaipleHTay, HaKipaBaHbIX Ha
abcnenaBaHHe 3 KJIIHIKa-71a0apaTopHbIMi IpbIKMETaM1 XpaHiyHara
MienanpanideparblyHara 3aXxBopBaHHs. MyTalislsi 3HauHa Yacileil cycTpakaiacs ¥
narpleHTay crapaumsix 3a 50 ragoy (p = 0,039). He Obu10 3HaYHBIX aApO3HEHHSY
y YacIliHe CyCTpaKaJbHaclll MyTalbll ¥ mambleHTay kaHoyara nony (77,3%) 1 ¥
nanpleHTay MyxubiHcKara nnoiy (71%) (p = 0,335).

3 Tpox Hazamariuneix Tpyn (OT, IIII, [IM®) wmiemanpanidhepaTbyHbIX
3aXBOPBAHHAY CTATBHICTHIYHBIS aJPO3HEHHI MEY Y3pOBEHb TpamOaIlpiTay y XBOPBIX
OT (p> 0,05), mro 3Bs3aHa 3 IIaTareHETHIYHBIMI acaOmiBacIsIMI TITara
3aXBOpPBAHHSI.

Boonacuv  yorcvieanna: aHbll  BBIKAPBICTOYBAKOLIA Y  HAaBYKOBa-
MPAKTBIYHBIX 1 MEABIIBIHCKIX MATaX.









	Объект исследования: образцы ДНК пациентов направленных в ГУ «Республиканский научно-практический центр детской онкологии, гематологии и иммунологии» для диагностики мутации JAK2V617F.

